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??Background?Cystinruia is a rare inherited 
disorder characterized by defective renal reabsorption 
of cystine and the dibasic aminoacids. rBAT ?SLC3A1?
and BAT1 ?SLC7A9?have been identified as 
responsible genes. We have previously analyzed 
Genotype and Phenotype of Japanese Cystinuria 
patients and identified unique character that is 
by far distinct from European patients. However, 
we have limited data about Cystinuria patients in 
neighboring countries such as Korea. Here we report 
the preliminary data of Korean Cystinuria patient?s 
genomic analysis.
??Material and method?Genomic Analysis data of 9 
Cystinuria patients were kindly provided from Prof. 
Hae Il Cheong, Pediatric nephrology, Clinical genetics, 
Seoul National University Hospital under collaboration 
study with Department of Urology, Chiba University 
Graduate School of Medicine.
??Result?Among 9 patients, 3 patients possess 
mutation in BAT1 and 6 patients possess mutation in 
rBAT. Heterozygote exon 12 deletions were observed 
in all the Type B patients. One patients possessed 
heterozygote P482L mutation. In type A patients, 
1820del were observed in 4 patients, T216M in 3 
patients, T673R, L16Stop, T660L and 1500?1G?
A ?in intron 8?in single patient ?Table 1?. Among 
mutations, P482L, 1820del and C673R are the common 
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mutation only found between 2 countries. However, 
Exon 12deletion and T216M are found in European 
countries but not in Japan. L16Stop and T660L are 
novel mutations ?Table 2?.
??Conclusion?Although such similarities were 
observed in Cystinuria patients between 2 countries 
such as P482L mutation, some differences were also 
identified. Further collaboration study will reveal the 
genotypic similarity or differences between Korean 
and Japanese Cystinuria patients.
Table 1
Genotype Gene 1st Mutation 2nd Mutation
type AA rBAT SLC3A1 T216M 1820 del T
type AA rBAT SLC3A1 T216M T673R
type AA rBAT SLC3A1 L16Stop 1500?1G?A in intron 8
type AA rBAT SLC3A1 1820 del T Homo
type AA rBAT SLC3A1 1820 del T T660L
type AA rBAT SLC3A1 1820 del T T216M
type BB BAT1 SLC7A9 P482L Exon 12 Del
type B- BAT1 SLC7A9 Exon 12 Del hetero
type B- BAT1 SLC7A9 Exon 12 Del hetero
Table 2
Comparison of Kroean Mutations with Japanese and previous 
publication database
rBAT Chiba Data Previous Publication
T216M 0/92 Yoguslavian ?71.4??, 
Turkish ?66.7??, 
Greek ?46.8??
1820 delT 1/92 2 in Japanese ?20??
C673R 1/92 1 in Japanes ?10??
1500?1G?A in intron 8 0/92 French Canadian ?11.1??, 
NorthAmerican ?2.6??
L16Stop 0/92 Not reported
T660L 0/92 Not reported
BAT1
P482L 65/92 1 in Italian ?0.6?? and 56 
in Japanese ?87.5??
Exon 12 Deletion 0/92 1 in German ?4.4?? 8 in 
Italy?4.7??
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